Objective: Finding a bilateral ectrodactyly in association with an increased fetal nuchal translucency, with normal karyotype and genetic studies, binds to do an exhaustive study of all structural fetal anomalies, because although cardiac anomalies are the most frequent, isolated bilateral ectrodactyly can be found.
INTRODUCTION
Measurement of fetal nuchal translucency at 11-13+6 weeks of gestation has proven to be an effective screening tool for chromosomal abnormalities (1) . Normal fetuses with an increased nuchal translucency have higher incidence of structural anomalies, mainly cardiac, following by renal and abdominal wall, and rare genetic syndromes (2) .
Ectrodactyly is estimated to be 1:10.000 to 1:90.000 live births, but it is frequently found in association with other malformations, hence the importance of introducing our case.
CASE REPORT
A 35-year-old woman, with no medically relevant complaints except an early miscarriage, who present on the first trimester scan a fetal nuchal translucency thickness of 3.7mm, risk for Down syndrome 1/6 and for Patau syndrome 1/37. Maternal serum serology for toxoplasmosis, rubella virus, cytomegalovirus and herpes virus were negative and fetal karyotype was 46XX. An advance fetal echocardiography was performed with a normal result. The morphology scan showed a little increased nuchal translucency thickness of 7.8mm and bilateral ectrodactyly of the hands with absence of central fingers, being the rest of the scan completely normal. Spontaneous labor began at 41 weeks of gestation and cesarean section was performed because of a suspicion of cephalopelvic disproportion. The baby was a 4300 gr woman, Apgar test 9/10. The anomalies that had been described at ultrasound examinations were found (Figure) . Neonate's evolution is normal until 2 years old, with neurologic and motor development also normal. After birth, TP63 gen was studied, finding a mutation c1531 C>A in the exon 12 of TP63 gen in heterozygosis, which has not been described until this moment, being also found at neonate's father, because of what is discarded as a cause of the morphologic anomaly. Mutation of WNT10B gen was also studied, with normal result.
DISCUSSION
This study confirms the fact that an increased fetal nuchal translucency, further to be a marker for chromosomal abnormalities, is also associated with higher risk of structural anomalies.
Ectrodactyly can be found both in an isolated form and as part of a syndrome. Any of these forms may be sporadic or familiar, being more frequent the sporadic ones (3) . The most Bilateral ectrodactyly and nuchal translucency thickness 4 common mode of inheritance is autosomal-dominant with reduced penetrance (4), being more rare X-linked forms.
Ectrodactyly-ectodermal dysplasia-cleft palate syndrome (ECC) is the prototypical example of a syndrome which involves ectrodactyly with multiple organ defects. It is defined as a triad of ectrodactyly, ectodermal dysplasia and cleft lip and palate (5) . The EEC syndrome must be distinguished of split-hand/foot malformation (SHFM), which is characterized by syndactyly, median cleft of the hands of feet, and aplasia/hypoplasia of the phalanges, metacarpals and metatarsals. Other syndromes in association with ectrodactyly are Carpenter syndrome, DeLange syndrome, Goltz syndrome and Miller syndrome.
In sporadic ectrodactyly, which is sometimes unilateral, feet are not usually affected.
Clinically, there is a deficiency of the three central rays, and the remaining ones may be hypoplastic. It has been postulated than this entity may be the consequence of vascular interruption (6) .
CONCLUSION
Finding a bilateral ectrodactyly in association with an increased fetal nuchal translucency, with karyotype and genetic study both normal, raises the need to do an exhaustive study of the limbs, because this malformation may be present as an isolated form.
